Introduction {#sec1-1}
============

Lhermitte--Duclos disease (LDD) is an extremely rare type of benign cerebellar mass and usually manifest as features of raised intracranial pressure and cerebellar dysfunction. Patients may remain asymptomatic for many years and detection of tumor may be by chance on routine magnetic resonance imaging (MRI) and magnetic resonance spectroscopy (MRS). We report a young female patient who presented with headache, mild cerebellar dysfunction, and MRI/MRS finding was consistent with LDD.

Case Report {#sec1-2}
===========

A 29-year-old female presented to the outdoor patient department with 18 months history of headache which was moderate to severe in intensity, throbbing in nature, localized to right side of the head, and associated with nausea and photophobia. It used to occur for a duration of 4--5 h at a frequency of 4--6 times/month initially which slowly increased and became continuous for 4 months. There was no history of phonophobia, nasal congestion, lacrimation, eye redness, fever, weight loss, or diplopia. On examination, the patient had a normal general physical examination. She was conscious and oriented. Her fundus and cranial nerves examination were normal. There were no motor and sensory deficits. Cerebellar examination revealed impaired tandem gait \[[Video 1](#SD1){ref-type="supplementary-material"}\]. However, there was no associated nystagmus, and speech was also normal. Rest of the systemic examination was within normal limits. Routine blood investigations were within normal limits. On neuroimaging, MRI of brain revealed lesion in the right cerebellar hemisphere with preserved cortical striations that were hypointense on T1-weighted images (T1WI), hyperintense on T2WI and fluid attenuation inversion recovery (FLAIR) images \[[Figure 1](#F1){ref-type="fig"}\]. On postgadolinium, T1WI there was no contrast enhancement \[[Figure 1b](#F1){ref-type="fig"}\]. MRS of the lesion revealed a decreased level of N-acetylaspartate (NAA) and elevated lactate level \[[Figure 2](#F2){ref-type="fig"}\]. A diagnosis of LDD was made, and a decision was made to follow-up the patient as she was not willing to undergo surgery immediately.

![Magnetic resonance imaging of brain showing hypointense lesion in the right cerebellar hemisphere on T1-weighted images (a), which does not show postgadolonium enhancement (b), hyperintense on fluid-attenuated inversion recovery axial (c), and coronal (d) sequences](AJNS-12-705-g001){#F1}

![Magnetic resonance spectroscopy of the right cerebellar region showing decreased N-acetylaspartate and elevated lactate peak (lactate level)](AJNS-12-705-g002){#F2}

Discussion {#sec1-3}
==========

LDD is a rare benign cerebellar lesion of unknown etiology which is characterized by enlargement of the cerebellar folia.\[[@ref1]\] It has features of both a malformation as well as a tumor.\[[@ref2]\] The disease was first described by Lhermitte and Duclos in 1920.\[[@ref3]\] With a prevalence of \<1 in 1,000,000, this disease usually has an adult onset presentation. More often than not it is sporadic but has an autosomal dominant inheritance when associated with Cowden\'s disease. Being a part of phosphatase and tensin homolog (PTEN) hamartoma tumor syndromes, the disease\'s gene locus when associated with Cowden disease has been located at chromosome 10q 22--23 which codes for PTEN which is 403 amino acid phosphatase with antitumor effects.\[[@ref4]\] Histopathology of such lesions reveals the internal granular layer and molecular layer appear diffusely enlarged with dysplastic cells replacing the internal granular layer with hypermyelination of the molecular layer. The tissue stains positive for synaptophysin. Clinically, such patients present in the third or fourth decade of life with symptoms such as headache, nausea, and imbalance whose examination reveal features of ataxia, visual disturbances, and other cranial nerve palsies. Other abnormalities that can be present include microgyria, hydromyelia, megalencephaly, partial gigantism, polydactyly, and macroglossia.\[[@ref5]\] While confirmatory diagnosis is formed by histopathological findings, MRI/MRS provides good markers for diagnosing this particular condition. The lesions appear hypointense in T1WI and hyperintense on T2WI/FLAIR images. The lesions appear as widened cerebellar folia with preservation of striations. MRS images reveal elevated lactate while reductions in NAA and myoinositol.\[[@ref2]\] Contrast enhancement is not a typical feature and when present should suggest another diagnostic possibility such as hemangioblastoma.\[[@ref2][@ref6]\] Fluorodeoxyglucose positron emission tomography shows an increase in uptake of these lesions.\[[@ref2]\] Definitive treatment for this condition involves surgery and removal of the lesion. However, asymptomatic patients diagnosed incidentally by MRI, conservative strategy can be justified.\[[@ref7][@ref8]\] New studies have tried endoscopic ventriculocisternostomy for patients who present with hydrocephalus.\[[@ref9]\] Postoperative disease recurrence has been found to be rare.\[[@ref10]\]

Conclusion {#sec1-4}
==========

LDD is a rare cause of headache and cerebellar dysfunction in younger age group. MRI and MRS findings are important in making a diagnosis. Treatment may be individualized depending on patient history and clinical examination. Conservative management with regular follow-up may be a better approach if symptoms are mild and nonprogressive in nature.

Video available on [www.asianjns.org](www.asianjns.org)
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